Supplementary Table: Genes with the highest and lowest HGMD like scores involved in a disease, as per published literature. The score is the disease association probability (the maximum being 100).
	Refseq ID
	Score
	Gene Name
	Disease
	Ref(s)

	30 Genes with highest scores 

	NM_005826
	91.39
	(HNRPR)
	Spinal muscular atrophy
	[1]

	NM_004189
	91.20
	SRY (sex determining region Y)-box 14 (SOX14)
	Cancer
	[2

ADDIN BibusRef<Id>44</Id><Identifier>Cremazy1998</Identifier><BibliographicType>ARTICLE</BibliographicType><Address>Human Molecular Genetic Group, Institut de Genetique Humaine, UPR CNRS 1142, Montpellier, France</Address><Author>Cremazy, F;Soullier, S;Berta, P;Jay, P</Author><Journal>FEBS Lett</Journal><Month>Nov</Month><Number>3</Number><Pages>311-4</Pages><Title>Further complexity of the human SOX gene family revealed by the combined use of highly degenerate primers and nested PCR</Title><Volume>438</Volume><Year>1998</Year><URL>http://www.ncbi.nih.gov/entrez/query.fcgi?cmd=retrieve&db=pubmed&dopt=abstract&list_uids=9827568</URL><Abstract>SOX proteins contain a conserved HMG-related DNA-binding domain. They fulfill essential functions during the development of animals. Mutations in several SOX genes have been implicated in human diseases. We present here a new set of PCR primers designed to amplify a broad range of SOX HMG-box sequences. These primers facilitated the cloning of several new SOX HMG boxes from human genomic DNA, revealing unexpected complexity of the SOX gene family</Abstract><CitationRanges>;for ranges</CitationRanges><DuplicateInfo></DuplicateInfo><UserEdit></UserEdit>
;3]

	NM_005444
	90.89
	Required for cell differentiation1  (RQCD1)
	Non Hodgkin lymphoma
	[4]

	NM_004465
	90.58
	Fibroblast growth factor 10 (FGF10)
	ectodermal dysplasia
	[5

ADDIN BibusRef<Id>46</Id><Identifier>Igarashi1998</Identifier><BibliographicType>ARTICLE</BibliographicType><Address>Derald H. Ruttenberg Cancer Center, Mount Sinai School of Medicine, New York, New York 10029, USA</Address><Author>Igarashi, M;Finch, P W;Aaronson, S A</Author><Journal>J Biol Chem</Journal><Month>May</Month><Number>21</Number><Pages>13230-5</Pages><Title>Characterization of recombinant human fibroblast growth factor (FGF)-10 reveals functional similarities with keratinocyte growth factor (FGF-7)</Title><Volume>273</Volume><Year>1998</Year><URL>http://www.ncbi.nih.gov/entrez/query.fcgi?cmd=retrieve&db=pubmed&dopt=abstract&list_uids=9582367</URL><Abstract>A newly identified member of the fibroblast growth factor (FGF) family, designated FGF-10, is expressed during development and preferentially in adult lung. The predicted FGF-10 protein is most related to keratinocyte growth factor (KGF, or FGF-7). The latter is unique among FGFs in that it binds and signals only through the FGF receptor (FGFR2b) isoform KGF receptor (KGFR) expressed specifically by epithelial cells. In order to examine the biological and biochemical properties of human FGF-10, we isolated the cDNA and expressed its encoded protein in bacteria. The recombinant protein (rFGF-10) was a potent mitogen for Balb/MK mouse epidermal keratinocytes with activity detectable at 0.1 nM and maximal at around 5 nM. Within this concentration range, FGF-10 did not stimulate DNA synthesis in NIH/3T3 mouse fibroblasts. rFGF-10 bound the KGFR with high affinity comparable to that of KGF, and did not bind detectably to either the FGFR1c (Flg) or FGFR2c (Bek) receptor isoforms. The mitogenic activity of FGF-10 could be distinguished from that of KGF by its different sensitivity to heparin and lack of neutralization by a KGF monoclonal antibody. These results indicate that FGF-10 and KGF have similar receptor binding properties and target cell specificities, but are differentially regulated by components of the extracellular matrix</Abstract><CitationRanges>;for ranges</CitationRanges><DuplicateInfo></DuplicateInfo><UserEdit></UserEdit>
;6]

	NM_003868
	90.18
	Fibroblast growth factor 16 (FGF16)
	ectodermal dysplasia
	[7]

	NM_020660
	90.09
	Connexin-36 (CX36)
	amyotrophic lateral sclerosis (ALS)
	[8]

	NM_000829
	89.88
	Glutamate receptor, ionotrophic, AMPA 4 (GRIA4)
	Ewing sarcoma
	[9]

	NM_000217
	89.80
	Potassium voltage-gated channel (KCNA1)
	myokymia with periodic ataxia
	[10]

	NM_015384
	89.79
	Nipped-B homolog (NIPBL), transcript variant B
	Limb defects
	[11

ADDIN BibusRef<Id>51</Id><Identifier>Krantz2004</Identifier><BibliographicType>ARTICLE</BibliographicType><Address>Division of Human Genetics and Molecular Biology, The Children's Hospital of Philadelphia and The University of Pennsylvania School of Medicine, Philadelphia, Pennsylvania 19104, USA. ian2@mail.med.upenn.edu</Address><Author>Krantz, Ian D;McCallum, Jennifer;DeScipio, Cheryl;Kaur, Maninder;Gillis, Lynette A;Yaeger, Dinah;Jukofsky, Lori;Wasserman, Nora;Bottani, Armand;Morris, Colleen A;Nowaczyk, Malgorzata J M;Toriello, Helga;Bamshad, Michael J;Carey, John C;Rappaport, Eric;Kawauchi, Shimako;Lander, Arthur D;Calof, Anne L;Li, Hui-Hua;Devoto, Marcella;Jackson, Laird G</Author><Journal>Nat Genet</Journal><Month>Jun</Month><Number>6</Number><Pages>631-5</Pages><Title>Cornelia de Lange syndrome is caused by mutations in NIPBL, the human homolog of Drosophila melanogaster Nipped-B</Title><Volume>36</Volume><Year>2004</Year><URL>http://www.ncbi.nih.gov/entrez/query.fcgi?cmd=retrieve&db=pubmed&dopt=abstract&list_uids=15146186</URL><Abstract>Cornelia de Lange syndrome (CdLS; OMIM 122470) is a dominantly inherited multisystem developmental disorder characterized by growth and cognitive retardation; abnormalities of the upper limbs; gastroesophageal dysfunction; cardiac, ophthalmologic and genitourinary anomalies; hirsutism; and characteristic facial features. Genital anomalies, pyloric stenosis, congenital diaphragmatic hernias, cardiac septal defects, hearing loss and autistic and self-injurious tendencies also frequently occur. Prevalence is estimated to be as high as 1 in 10,000 (ref. 4). We carried out genome-wide linkage exclusion analysis in 12 families with CdLS and identified four candidate regions, of which chromosome 5p13.1 gave the highest multipoint lod score of 2.7. This information, together with the previous identification of a child with CdLS with a de novo t(5;13)(p13.1;q12.1) translocation, allowed delineation of a 1.1-Mb critical region on chromosome 5 for the gene mutated in CdLS. We identified mutations in one gene in this region, which we named NIPBL, in four sporadic and two familial cases of CdLS. We characterized the genomic structure of NIPBL and found that it is widely expressed in fetal and adult tissues. The fly homolog of NIPBL, Nipped-B, facilitates enhancer-promoter communication and regulates Notch signaling and other developmental pathways in Drosophila melanogaster</Abstract><CitationRanges>;for ranges</CitationRanges><DuplicateInfo></DuplicateInfo><UserEdit></UserEdit>
;12]

	NM_012433
	89.72
	Splicing factor 3b, subunit 1, 155kDa (SF3B1)
	 
	

	NM_005294
	89.60
	G protein-coupled receptor 21 (GPR21)
	 
	

	NM_001013732
	89.58
	Chromosome 6 orf 138 (C6orf138)
	 
	

	NM_024409
	89.45
	Natriuretic peptide precursor C (NPPC)
	Congestive Heart Failure / Kidney Failure
	[13]

	NM_003688
	89.40
	Calcium/calmodulin-dep serine kinase(CASK)
	Cornelia de Lange syndrome
	[14]

	NM_005288
	89.36
	G protein-coupled receptor 12 (GPR12)
	Dwarfism and early death (mice)
	[15]

	NM_001358
	89.35
	DEAH box polypep. 15 (DHX15)
	Prostate cancer
	[16]

	NM_004714
	89.35
	Dual-specificity YP regulated K 1B (DYRK1B)
	Juvenile myoclonic epilepsy, Deafness
	[17]

	XM_001133072
	89.26
	Ubiquitine Conjugation Enzyme E2E (UBE2E3)
	Prostate cancer
	[18]

	NM_178862
	89.18
	Oligosaccharyltransferase (STT3B)
	 
	

	NM_015037
	89.17
	KIAA0913 (unknown)
	 
	

	NM_024045
	89.17
	DEAD box polypetide 50 (DDX50)
	 
	

	NM_032580
	89.13
	Hairy and enhancer of split 7 (HES7)
	 
	

	NM_015028
	89.11
	Traf2/NCK interacting kinase (TNIK)
	 
	

	NM_005406
	89.10
	Rho-associated protein (ROCK1)
	Cancer
	[19]

	NM_005243
	89.05
	Ewing sarcoma breakpoint region 1 (EWSR1)
	Alzheimer's disease
	[20]

	NM_020449
	88.98
	THO complex 2 (THOC2)
	Epilespy, Deafness
	[21]

	XM_294370
	88.97
	Guanine nucleotide binding protein (GNAT3)
	Achromatopsia
	[21]

	NM_194247
	88.90
	Ribonucleoprotein A3 (HNRPA3)
	 
	[22

ADDIN BibusRef<Id>67</Id><Identifier>Takiguchi1993</Identifier><BibliographicType>ARTICLE</BibliographicType><Address>Department of Biochemistry, Cancer Insitute, Toshima and SRL Incorporated, Tokyo, Japan</Address><Author>Takiguchi, S;Tokino, T;Imai, T;Tanigami, A;Koyama, K;Nakamura, Y</Author><Journal>Cytogenet Cell Genet</Journal><Number>2</Number><Pages>128-30</Pages><Title>Identification and characterization of a cDNA, which is highly homologous to the ribonucleoprotein gene, from a locus (D10S102) closely linked to MEN2 (multiple endocrine neoplasia type 2)</Title><Volume>64</Volume><Year>1993</Year><URL>http://www.ncbi.nih.gov/entrez/query.fcgi?cmd=retrieve&db=pubmed&dopt=abstract&list_uids=8101480</URL><Abstract>We previously reported a nearly 1-Mb contig of cosmid and YAC clones at D10S102, a locus that is tightly linked to the gene responsible for multiple endocrine neoplasia type 2 (MEN2A). Subclones of 159 genomic EcoRI fragments in the contig were tested on "zoo blot" to detect DNA sequences conserved in various species. Nine fragments found to contain conserved sequences were used as probes for screening cDNA libraries. One of these probes, y300-pL50, recognized a cDNA from a human fetal brain library. The cDNA encoded a protein consisting of 270 amino acids, whose predicted sequence has a high degree of homology to heterogeneous nuclear ribonuclear protein. This expressed sequence may be a candidate for the gene responsible for MEN2A</Abstract><CitationRanges>;for ranges</CitationRanges><DuplicateInfo></DuplicateInfo><UserEdit></UserEdit>
;23]

	NM_004236
	88.89
	COP9 homolog subunit 2 (COPS2)
	Adrenal hypoplasia congenita
	[24]

	NM_001260
	88.85
	Cyclin-dependent kinase 8 (CDK8)
	Mental retardation 
	[25]

	30 Genes with lowest scores

	XM_932558
	19.36
	Hypothetical LOC644982 (LOC644982)
	 
	

	XM_001134268
	19.30
	Hypothetical
	 
	

	XM_371461
	19.30
	Hypothetical KIAA1671 protein (CTA-221G9.4)
	
	

	XM_001130249
	19.14
	PRAME family member 19 (PRAMEF19)
	 
	

	NM_001004355
	19.12
	 FLJ31132
	 
	

	NM_001004305
	19.06
	Hypothetical protein LOC284757 (LOC284757 )
	 
	

	XR_017915
	19.06
	Hypothetical miscRNA (LOC401242)
	 
	

	XM_001130664
	19.05
	hypothetical protein LOC731756
	
	

	NM_007335
	18.94
	Deleted in lung and esophageal cancer 1 (DLEC1)
	Neoplasms
	[26]

	XM_001130862
	18.93
	FLJ43860 protein
	 
	

	XM_942756
	18.92
	Hypothetical LOC442124 ( LOC442124)
	 
	

	NM_207432
	18.89
	Chromosome 11 orf 39 (C11orf39)
	 
	

	XM_001133556
	18.66
	Hypothetical protein LOC729135 (LOC729135 )
	 
	

	XR_016958
	18.42
	Hypothetical LOC645479 (LOC645479)
	 
	

	XM_001130543
	18.22
	Hypothetical golgi autoantigen
	 
	

	NM_001010913
	17.75
	Hypothetical
	 
	

	NM_001039776
	17.05
	Hypothetical protein MGC10701
	 
	

	NM_020779
	16.52
	WD repeat domain 35 (WDR35)
	 
	

	NM_003417
	16.45
	Zinc finger protein 264 (ZNF264)
	 
	

	XM_943032
	16.44
	Hypothetical LOC647805 (LOC647805)
	
	

	NM_207367
	16.05
	Hypothetical LOC346547 ( LOC346547)
	 
	

	NM_175908
	15.91
	Hypothetical  LOC346547 (LOC346547)
	 
	

	XM_001131625
	15.91
	Hypothetical protein LOC732021 (LOC732021)
	 
	

	XM_001129640
	15.75
	Hypothetical DKFZp434I1020 (B-dynamin)
	 
	

	NR_002801
	15.58
	testis-specific transcript, Y-linked 15 (TTTY15)
	 
	

	NR_001545
	15.51
	Homo sapiens testis-specific transcript
	 
	

	XM_379273
	15.30
	Hypothetical AL137733  (FLJ14186)
	 
	

	NM_205857
	15.26
	Chromosome 4 orf 12 (C4orf12)
	 
	

	NM_194439
	13.83
	Ring finger protein 212 (RNF212)
	 
	

	NM_001013678
	13.68
	Hypothetical LOC400968 (LOC400968)
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